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Background
▪

▪

▪
▪

Tri os ephosphate isomerase (TPI) deficiency i s a ra re,
congenital red blood cell disorder associated with hemolytic
a nemia, susceptibility to i nfection, and neurodegeneration by
toxi c metabolites
Typi ca l treatment i s supportive, including splenectomy
a nd red blood cell transfusions to transiently reduce
s ymptoms
Neurodegeneration often i mpacts the diaphragm, l eading
to res piratory fa ilure and death by a ge 6 yea rs in most patients
The provi sion of permanent replacement of the TPI enzyme by
production within the bone marrow made hematopoietic stem
cel l transplant (HSCT) a promising treatment approach

Results
Improvi ng developmental milestones:
• 13 months: normal developmental milestones
• 17 months: diminished reflexes and denerva tion
• 21 months: respiratory failure and tracheostomy placement
• 2 yea rs : head control, s it supported, push to cra wling position
• 3 yea rs : tripod s eat, pull to s tand, speaking with va lve
• 5 yea rs : sit unsupported, ambulate with Rabbit Stander
• 6 yea rs : ambulate with Gait trainer, toilet tra ining
• 7 yea rs : attending school full-time, reading and writing

Conclusion
Methods
•
•
•
•

•
•

13 months: TPI Deficiency diagnosis
17 months: Allogenic unrelated HSCT #1
20 months: Allogenic unrelated HSCT #2
23 months: Allogenic unrelated cord blood rescue

•

HSCT ca n provi de a permanent s ource of TPI enzyme production,
whi ch attenuates the assocaited hemolytic a nemia and elimiates
tra ns fusion dependence.
In conjunction with other i nterventions directed at stabilization of
enzyme formation, HSCT could reduce neurodegeneration
a s sociated with this disease.
Ea rl ier i ntervention with such treatment modalities i s likely to
reduce disease severity, especially i f i nitiated prior to onset
of neurodegeneration.
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